Two subsequent reports describing three similar babies have helped delineate this new lethal syndrome which is likely to be autosomal recessive in inheritance.2 3 All of these cases have been stillborn or died within a few hours of birth. We now report a sixth case who survived for 12 days.
Case report
The proband was the third child of a healthy and linrelated 36 year old father and 34 year old mother who already had two normal sons. He was born at 31 weeks by breech delivery after an uneventful drug free pregnancy and spontaneous onset of labour. Apgar scores were 3 at one minute and 9 at five minutes after active resuscitation. Growth parameters at birth were weight 1-75 kg (50th centile), length 40-5 cm (10th centile), and head circumfer- FIG SUMMARY An infant with congenital chondrodysplasia punctata with a secondary deformation of umbilical cord hernia is reported. The paper discusses deformation syndromes as anomalies due to unusual mechanical or intrinsic factors.
Deformations resulting from in utero compression are relatively common problems, first described by
Hippocrates.t Little attention had been paid to their pathophysiology until Smith2 reported several varieties of deformation and deformation sequences due to extrinsic mechanical forces causing in utero fetal constraint, especially during the rapid growth period in the last trimester. Deformations are defined as anomalies that represent the normal response of a tissue to unusual mechanical forces, in contrast to malformations which arise as the result of a primary problem in the morphogenesis of a tissue. Disruption represents the breakdown of previously normal tissue, as produced, for example, by an amniotic band, and has been implicated in the causation of some types of cleft lip and palate. Deformations have been classified into two types:
(1) primary deformations being produced by extrinsic mechanical forces to a normal fetus; and (2) secondary deformations occurring as a result of an intrinsic problem of the fetus, such as a malformed fetus or a malpositioned fetus. Rarely, these can also occur together. We report a case of an unusual umbilical cord hernia arising as a secondary deformation in a malformed infant with congenital chondrodysplasia punctata.
The male proband, the product of an uncomplicated term pregnancy, was delivered by caesarian section because of cephalopelvic disproportion and clinical evidence of fetal distress to a 25 year old primigravida with blood group AB, Rh positive, and VDRL negative. The pregnancy was uneventful except for one episode of maternal urinary tract infection which was successfully treated with ampicillin. An ultrasound at 30 weeks' gestation was normal, and the fetus was said to be compatible in size for the date. The parents are first cousins.
At birth, the baby was deeply cyanotic and in shock and was noted to have multiple congenital anomalies including a large umbilical cord hernia (fig 1) . He 
